We report a new case of RubinsteinTaybi syndrome with a hypoplastic right kidney, persistent pulmonary hypertension, and mitral valve regurgitation.
In 1963 Rubinstein and Taybit first delineated a syndrome characterised by broad thumbs, broad toes, mental and motor retardation, cardiovascular and renal anomalies, beaked nose, and downward slanting palpebral fissures. We report new findings in RubinsteinTaybi syndrome with hypoplastic right kidney, persistent pulmonary hypertension, and mitral valve regurgitation. Other pertinent features included broad thumbs, broad big toes, syndactyly of the third and fourth fingers bilaterally, beaked nose, broad columella of the nose, patent ductus arteriosus (PDA), and motor and mental retardation. This combination of features has not previously been reported. fourth intercostal space. The remaining physical findings were within normal limits. The patient was clinically asymptomatic until 2 hours of life when he developed hypoglycaemia and tachypnoea. The hypoglycaemic condition was resolved with glucose infusion but tachypnoea persisted, requiring 45% oxygen therapy for hypoxia. The initial chest radiograph showed normal lungs and heart but a few hours later cardiomegaly with normal pulmonary vasculature was noted. Preductal and postductal blood gas analysis showed persistent pulmonary hypertension (PPHN). Ecocardiogram showed PDA, intermittent right to left ductal shunt, right ventricular dilatation, and mitral and tricuspid regurgitation. PPHN required oxygen therapy for seven days. Cardiac catheterisation done later showed mitral regurgitation and PDA with normal LV and At about 2 months of age, the patient was admitted to the paediatric ward with respiratory distress and growth failure. The patient's weight was 4-4 kg (25th centile), head circumference was 36 cm (< 5th centile), and length 55 8 cm (50th centile). At 3 months of age the patient had progressively delayed growth and motor and mental development which corresponded to 1 month of age (length 5th centile, weight 10th centile, head circumference 5th centile).
Amniocentesis was performed on the mother because of advanced maternal age. Cytogenetic findings with G banding showed an apparently normal 46,XY karyotype in her amniotic fluid. The normal chromosomal analysis was confirmed in the child at birth.
Discussion
Our patient has a unique presentation of Rubinstein-Taybi syndrome with hypoplastic right kidney, persistent pulmonary hypertension, and mitral valve regurgitation. He did not present with any renal problem but a hypoplastic right kidney was found on routine ultrasound and was confirmed by renal scan and IVP. We strongly advise that genitourinary systems should be evaluated thoroughly in all patients with Rubinstein-Taybi syndrome. Persistent 
